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and  US,  167-168 

as  USH1-USH2  discriminator,  172 


Reverse  genetics 
and  deafness  gene  cloning,  93-98 
and  deafness  studies,  80-90 
RFLP.  See  Restriction  fragment  length 
polymorphism 

RFLV.  See  Restriction  fragment  length 
variant 

Rhombencephalon,  in  inner  ear 

development,  118, 120-121, 123, 
125-126 

Rubella  (congenital),  as  cause  of  childhood 
deafness,  197-199,  201 

Scheibe-type  abnormality.  See 

Cochleosaccular  pathology 
Sclerosteosis,  in  childhood  deafness,  291 
Segregation  frequencies,  for  sporadic  cases, 
22 

SelfHelp  for  Hard  of  Hearing,  Inc.,  215 
Sensorineural  hearing  impairment,  HLA 
frequencies  in,  303-304 
Sewall  Wright  formula,  for  F2  phenotypic 
extremes,  110-111 
Sex-linked  deafness 
albinism-deafness  syndrome,  20 
conductive  type  with  gusher,  19 
congenital  sensorineural  type,  19 
Hunter  syndrome  (IDS),  20,  22, 184 
mutation  rate  estimates,  20 
Norrie  disease  (NDP),  22, 178, 180 
otopalatodigital,  syndrome  (OPD),  22 
pedigrees  of,  19-20 
Toriello  syndrome,  184-187 
Shaker-1,  as  genetic  hearing  impairment 
model,  12 
Sign  language 
cultural  basis  of,  236-237 
and  deaf  community,  232-234 
Single  gene  mutation,  in  external  ear 
formation,  33 

Skeletal  abnormalities,  and  deafness,  73 
Social  arrangements,  and  deaf  community, 
231-232 

Spastic  paraplegia,  genetic  heterogeneity  in, 
40 

Stapes  fixation  with  gusher  (DFN3),  locus 
for,  22 

Stickler  syndrome,  pedigree  analysis  of, 
217-218 

Stria  vascularis  dysfunction,  melanocyte 
absence  and,  72 

Summitt  syndrome.  See  Carpenter  syndrome 
Syndrome  delineation,  133-142 
involving  craniosynostosis,  133, 135 
involving  holoprosencephaly,  133, 135-136 
involving  orofacial  clefting,  133, 135 
significance  of,  141-142 
stages  of,  136-137, 139-140 
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Synotia  dorsalis,  experimental  production  of, 
121 

Syphilis  (congenital),  as  cause  of  childhood 
deafness,  199,  290 

Telecommunication  device  for  the  deaf 
(TDD),  218,  231,  234 
Thalidomide,  and  deafness,  201,  290 
Toriello  syndrome,  184-187 
Transforming  growth  factor-beta  (TGF-p,) 
chondrogenesis  initiation  role  of,  256-258 
in  inner  ear  morphogenesis,  253-255 
Treacher-Collins  syndrome  (MFDl) 
in  childhood  deafness,  291 
chromosome  5  gene  locus  of,  34 
clinical  features  of,  35 

Tuberous  sclerosis,  genetic  heterogeneity  in, 
40 

U nknown-genesis  syndromes,  in  syndrome 
delineation,  136-137, 139, 141 
USH.  See  Usher  syndrome 
Usher  syndrome  (USH),  23 
ataxia  in,  169-173 

autosomal  recessive  inheritance  of,  167 
in  childhood  deafness,  291 
genetic  heterogeneity  within,  43 
genetics  of,  163-164 
genetic  studies  of,  167-173 
history  and  prevalence  of,  162 
identity  by  descent  in,  26 
retinal  pigmentation  and,  161-162 
type  distinction  of,  167-169 
Usher  syndrome  type  I  (USHl) 
clinical  characteristics  of,  43 
linkage  analysis  vs.  chromosome  3 
markers,  298-300 
location  score  for,  44 
Usher  syndrome  type  II  (USH2) 
chromosome  1  locus  of,  33, 42 
clinical  characteristics  of,  43 
gene  for,  2 

in  genetic  counseling,  172-173 
localization  to  chromosome  Iq  of,  284-287 
location  of,  170-173 
locus  for,  22 

marker  THH33  linkage  with,  43-44 
RP  in,  284 

vestibular  system  involvement  in,  284 

an  der  Hoeve’s  triad,  collagen  defect  in, 
35 

Variability  in  number  of  tandem  repeats 
(VTNR) 
loci,  40 
markers,  39 


Vestibular  damage,  in  CH,  274-276 
Vestibular  dysfunction 
and  deafness,  73,  75-77 
in  neuroepithelial  pathology,  72 
syndromes  associated  with,  76 
Vestibular  function,  as  USH1-USH2 
discriminator,  170 

Vitamin  D-resistant  rickets.  See  X-linked 
hypophosphatemia 
Von  Recklinghausen’s  disease.  See 

Neurofibromatosis  type  I  (NFl) 
VTNR.  See  Variability  in  number  of  tandem 
repeats  (VTNR) 

AV aardenburg  syndrome  (WS),  35-36 
in  childhood  deafness,  291 
diagnostic  criteria  for,  157 
families  assessment  for,  308-309 
gene  locus  for,  36 
genetic  mapping  of,  45 
genetics  of,  157-158 
history  and  nosology  of,  153-157,  164 
mutation  rate  for,  21 
white  spotting  in,  71 
Waardenburg  syndrome  type  I  (WSl) 

ALPP  locus  linkage  with,  147-148 
chromosome  2  locus  of,  33 
clinical  manifestations  of,  143-144 
exclusion  mapping  of,  146-147 
localization  of  gene  for,  143-149 
localization  on  chromosome  2q,  295-297 
locus  for,  22, 55 
splotch  homology  with,  55 
White  spotting,  in  deafness  syndromes,  71, 
73, 143-144 

WS.  See  Waardenburg  syndrome 

^C-linked  albinism-deafness  syndrome 
(ADFN),  blood  clotting  factor  9 
linkage  with,  183 
X-linked  deafness 
forms  of,  176-178 
molecular  genetics  of,  176-187 
X-linked  hypophosphatemia  (Hyp),  genetic 
mapping  of,  184 

X-linked  ocular  albinism  with  deafness 
(XLASD),  159-161 

X-linked  progressive  mixed  deafness  + 

perilymphatic  gusher  (DFN3),  178 
X-linked  spastic  paraplegia,  40 

^Teast  artificial  chromosomes  (YAC),  89, 
97-98, 103-104, 108 


